Alexander disease is a degenerative white matter disorder due to mutations in the glial fibrillary acidic protein (GFAP) gene. It has been classified into three forms based on the age of onset and severity: an infantile, a juvenile, and an adult form. In a 6-year-old patient with a relatively mild form of Alexander disease, we detected a common R79H mutation in GFAP, previously only described in the infantile form. These results suggest the need for further studies of the genotype-phenotype correlation. q
Introduction
Alexander disease (AD) is a form of leukodystrophy that predominantly affects the frontal lobe of the brain. While diagnosis was previously based on neuropathological findings characterized by the presence of Rosenthal fibers in astrocytes [1] , AD can now also be diagnosed without histological confirmation, by characteristic magnetic resonance imaging (MRI) findings [2] . Recently, mutations in the glial fibrillary acidic protein (GFAP) gene were identified in AD patients [3] [4] [5] . This has facilitated the genetic diagnosis of mild AD patients, and the discovery of different clinical manifestations of AD [4] [5] [6] [7] [8] [9] . However, genotype-phenotype correlations have yet to be determined. Here, we describe a 6-year-old boy with AD resembling the juvenile form of the disease, albeit with the GFAP R79H missense mutation. This mutation has only been associated previously with the infantile form of AD.
Case report
The patient (a 6-year-old boy) was the second child of non-consanguineous, healthy Japanese parents. His elder brother was healthy. The patient was born at 40 weeks gestation without prenatal or perinatal difficulties. Birth weight was 2550 g (K1.6 SD), length was 46 cm (K2.0 SD) and head circumference was 31 cm (K1.8 SD). Developmental milestones were slightly delayed; for example, the patient gained head control at 5 months, stood with help at 12 months, walked alone at 20 months, and first spoke at 24 months. At 5 years of age, he experienced his first seizure. He suddenly became unresponsive, and his eyes deviated to the left for a few minutes while eating. Similar episodes occurred several times over a period of 1 month. Valproic acid and clobazam were administered and the seizures stopped. There was no deterioration in physical and mental status. The patient was referred to our hospital because white matter lesions of unknown origin were repeatedly detected on serial MRI scans over an 18-month period. On physical examination, his height was 117.4 cm (K0.2 SD), weight was 20.6 kg (K5%) and head circumference was 53.5 cm (C1.1 SD). Skin lesions and hepatosplenomegaly were not observed. Cranial nerve and deep tendon reflexes were normal, and 
